Congenital nephrotic syndrome of the Finnish type is uncommon in Great Britain and does not appear to have been previously reported in twins. Pyloric stenosis is an unusual but recognized association of this rare condition.
Case report JG is the first child of unrelated English parents. Following the diagnosis of a twin pregnancy, serial ultrasound scans demonstrated normal intra-uterine growth ofboth fetuses until 34 weeks gestation when the mother was admitted with irregular uterine contractions. On admission the fetal cardiotacograph recording was normal but subsequently one twin demonstrated cardiac decelerations. Following the disappearance ofone fetal heart tracing, an emergency Caesarean section was performed. Twin 1 was a fresh stillbirth weighing 1750 g. Twin 2 weighed 2125 g and had Apgar scores of 1 and 9 at 1 and 5 min, respectively. He was admitted to the special care nursery and was allowed home on day 6 after an uneventful neonatal course.
Macroscopic and histological examination of the placenta and membranes demonstrated a single gestational sac with two chorions and one amnion. The placenta weighed 1750 g and one half was pale and oedematous. It was not possible to determine to which twin the oedematous half belonged.
The baby was readmitted five weeks later with a 5-day history of leg oedema and 3 days of projectile vomiting. Examination confirmed the oedema and a test feed revealed visible peristalsis and a palpable pyloric tumour. A diagnosis of pyloric stenosis was made and intravenous fluids were administered. The following morning the oedema was more extensive and a repeat test feed was inconclusive. Urinalysis disclosed heavy proteinuria. Urine microscopy showed red blood cells only. Haemoglobin was 8.9 g/dl, total serum protein 21 g/l (normal 46-77 gll), serum albumin 9 g/l (normal 25-50 gll). Serum urea and electrolytes were normal. Random urinary protein concentration was 5.4 gll.
Treatment ofthe nephrotic syndrome was commenced with frusemide, spironolactone, sodium restriction, high protein-high calorie diet and prophylactic antibiotics. Abdominal ultrasound revealed normal sized kidneys with an echo-bright appearance. A barium meal confirmed pyloric stenosis. Ramstedt's pyloromyotomy was performed. The postoperative course was complicated by a pseudomonas urinary tract infection. The autopsy of the stillborn co-twin was reviewed. The kidneys were enlarged and light microscopy demonstrated cystic dilatation of the proximal renal tubules and a patchy increase in mesangial matrix and cells in the glomerular tufts. Review of the surviving twin's neonatal record showed that proteinuria had been recorded on the first day of life but had not come to medical attention at the time.
Discussion
Our patient developed oedema, proteinuria and hypoproteinaemia within the first three months oflife thus satisfying the definition of the congenital nephrotic syndrome'. The majority of cases have been reported from Finland where the familial type is known as congenital nephrotic syndrome of the Finnish type (CNF) and has an incidence of 1 in 8200 birthS2. The patient's parents are not known to possess Finnish ancestry, but the condition has been reported in many other countries and racial groups. CNF does not appear to have been reported previously in twins.
Examination of the placenta and membranes indicated that our twins were monozygotic. In view of the clinical diagnosis of congenital nephrotic syndrome in the surviving twin and histological changes characteristic of CNF in the stillborn twin3, it was felt that renal biopsy of the survivor was unnecessary. In CNF the placenta is characteristically large with a ratio ofplacental weight to infant weight of greater than 0.252. In the present case the ratio of the placental weight to the combined weights of the two infants was 0.44. Thus, even allowing for the twin pregnancy, the placenta appeared to be larger than normal. Preterm delivery, intrapartum asphyxia, low Apgar scores and meconium staining of the liquor occur commonly4. It is unlikely that the renal pathology contributed to the co-twin's stillbirth, however no other cause of death was apparent at autopsy.
Pyloric stenosis appears to be associated with CNF. In one series, 12% of 41 infants with CNF presented with pyloric stenosis4. The reason for this association is not known.
The prognosis of CNF is extremely poor with death usually occurring by 4 years of age. Renal failure occurs late and the main threat to life is overwhelming bacterial infection. Our patient has already experienced one episode of bacterial infection and is now receiving monthly injections of gammaglobulin to try to reduce the risk of further episodes. The only prospect for long term survival is renal transplantation. Two year patient and graft survival rates of 82% and 71% have been quoted4. Medical management, including diuretics and nutritional support, is directed towards enabling the child to survive and grow until he is old enough to receive a renal transplant.
